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Using NCBI's MedGen in Clinical Practice
• Closed captioning: www.captionedtext.com & enter 3614411
• The recording of this webinar will be on our YouTube channel in the 

Webinars playlist in a few days: <youtube>/user/NCBINLM/playlists
• Type in the Questions Pod to ask questions when you think of them. 

Don’t wait until the end.
• Answers to all questions will be available after the webinar with a link 

on our Webinars page:  <ncbi>/home/coursesandwebinars.shtml
• Slides, Supplemental Materials, Q&A: https://go.usa.gov/xQWAm

<ncbi> = www.ncbi.nlm.nih.gov
<ftp> = ftp.ncbi.nlm.nih.gov
<youtube> = www.youtube.com
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Goals
• Overview of MedGen
• Understand its content

• Learn how to search and navigate MedGen
• Identify ways to incorporate MedGen in the clinical genetics 

process
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www.ncbi.nlm.nih.gov/medgen
Free online resource 

One-stop-shop for phenotypes with a genetic 
component

http://www.ncbi.nlm.nih.gov/medgen
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Types of records
Mendelian disorders

Pharmacogenetic responses

Complex diseases with a genetic component

Clinical features
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•Practice guidelines

•Therapeutic recommendations 

for pharmacogenetic phenotypes

•Clinicaltrials.gov

•Links to available tests in GTR

•Links to variants in causative 

gene(s) in ClinVar

•Genetics Home Reference (GHR) 

•MalaCards

•MedlinePlus

•Office of Rare Diseases Research 

(GARD)

•Genetic Alliance

•Gene(s)

•Mode of inheritance 

•Descriptions (e.g. OMIM, 

GeneReviews, Medical Genetics 

Summaries)

•Clinical features

•Disease hierarchy

What content is on a MedGen record?
• Name

• Synonyms 

• Identifiers from different sources 

(eg. SNOMED CT, OMIM, HPO, 

Orphanet, UMLS)
Terminology 

service

Disease 

attributes

Patient 

resources

Actionable 

information
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What can you find in MedGen?
PubMed

Orphanet Practice guidelines 
from authoritative 

sources

GeneReviews

OMIM 
molecular and 

phenotypic 
data

Genetics Home 
Reference 

(GHR)

Medical 
Genetics 

Summaries

PharmGKB

HPO

PubMedHealth
& Medical 

Encyclopedia

NIH GTR

NCATS GARD

ClinVar

Clinicaltrials.gov

NHGRI 
Elements of 
Morphology

MedlinePlus

NCI
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Simple 
search

• Condition name & 
acronym

• Drug response
• Clinical feature
• Gene
• OMIM #
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Search by 
clinical 

features

Get a list of 
conditions with 
the clinical 
feature derived 
from data from 
HPO and OMIM
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Clinical feature record
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Conditions with 
the clinical 

feature: 
Arachnodactyly
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Advanced 
search: add 

multiple 
parameters
• Clinical features
• Genes
• Chromosomal 

locations
• Mode of 

inheritance
• OMIM#
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MedGen Disease Record
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Disease summaries from different sources 
(e.g. GeneReviews, OMIM, GHR)
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List of clinical features for the disease 
with descriptions (HPO, OMIM)
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Disease hierarchy (manually 
curated, MeSH, Orphanet)
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Professional guidelines and suggested articles
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PubMed Clinical Queries about diagnosis, 
etiology, therapy, prognosis, systematic reviews
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Relevant 
links at 
your 
fingertips
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Relevant 
links at 
your 
fingertips
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MedGen as  
terminology 

service

Aggregates and 
harmonizes 
genetic phenotype 
information

• Phenotype backbone of 
• NIH Genetic Testing Registry (GTR, 

https://www.ncbi.nlm.nih.gov/gtr) test 
descriptions 

• ClinVar (https://www.ncbi.nlm.nih.gov/clinvar) 
variant interpretations

• Computational access through ftp reports 
(ftp://ftp.ncbi.nlm.nih.gov/pub/medgen/) and 
NCBI’s API, e-utilities (esearch and 
esummary)

• Hospital/clinic systems can use NCBI's API to 
tailor views of genetic information for their 
users at point of care
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How can MedGen help the clinical 
process?
• Prepare for a clinic visit

• Research a phenotype: one page has all freely available information about a condition, 
phenotype or drug response from authoritative sources

• Help suggest conditions that fit the cluster of clinical features for a patient
• During a clinic visit

• List clinical features to evaluate a patient for a suspected diagnosis
• Actionable links to professional practice guidelines, clinicaltrials.gov
• Links to available tests for the condition
• Therapeutic recommendations for drug responses based on genotype from professional 

societies
• After a clinic visit 

• Links to ClinVar for help with variant interpretation
• Links to consumer resources to educate the patient and family about the 

diagnosis
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- URLs & Places to Learn More -

MedGen: https://www.ncbi.nlm.nih.gov/medgen

For help or feedback, please contact us at: 
medgen_help@ncbi.nlm.nih.gov 

NCBI Insights Blog: ncbiinsights.ncbi.nlm.nih.gov

For help with MedGen:
medgen_help@ncbi.nlm.nih.govUser: NCBINLM

25

Questions?

https://www.ncbi.nlm.nih.gov/medgen

